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RREICH T D ERERBEBREORRAR L HIERLE

(2015 )
BEE 27— IREERE BN % &FET 2 EEE EEREEREEKET I EEEEE
iy |2 p
= #h/ﬁ‘ﬁ(PKU) __________________ Phe > 181.8umol/L 7
Phe > 3.0mg/dL  (HPLC) Phe > 10.0mg/dL (HPLC)
S7IZIF75 = ME (HPA) ’
_ e Leu+lle > 350 A2 Val > 250umol/L
. *=7nay JRE (MSUD) »2 Leu > 3.5mg/dL (HPLC) Leu > 6.0mg/dL (HPLC)
RKBERE
s P . Met > 80umol/L #*>
5% FEYZXFURE (HCU) Met > 1.5 mg/dL (HPLC) Met > 4.0mg/dL (HPLC)
SRLVYCIETR (Cit I) Cit > 100umol/L Cit > 200umol/L
FLE=JANIBERE (ASA) Cit > 100umol/L #5 ASA1 5umol/L /(;'g Aig%%”;‘l’/'i'- »=
aE#:
;( 7nEd >BNE (PA) C3/C2 > 0.25 » C3 > 3.60 €3/C2 > 0.35 » C3 > 8.00
//_( XFLTOCEME (MMA) nmol/mL nmol/mL
i
I ) L
/ 1 VEBBME (VA) C5 > 1.00nmol/mL ;ﬁ%@ggggm” ml 2 O EE]
T HREmAH —
5 BB JIVZIVERMAETE (GA I) C5-DC > 0.25nmol/mL (RE)
bt 7RE
% BEEHNEXS T —ERIEE (MCD)
5 3 AFNTEPZNTY L URE (MCC)  C5.0H > 1.00nmol/mL C5-0H > 2.00 nmol/mL
Z 3 ERO¥Y -3- A F LT ILRIVERNE
A (HMG)
;7( igH 77 > )L CoA Ri/kZEEE%E (MCAD) C8 > 0.300nmol/mL 2 C8 > 0.60nmol/mL »D
* RIBIE C8/C10 > 1.40 C8/C10 > 1.40
BRE$E7 > )L CoA BkHEREE C14:1 > 0.400nmol/mL 2 C14:1 > 0.700nmol/mL »2D
pepsEefts  (VLCAD) RIBIE C14:1/C2 > 0.013 C14:1/C2 > 0.020
BEE
LS = C0/ (C16+C18) > 100 »>
ABE ANZF IS AN ET X CO/(C16+C18) > 100 CO > 100nmol/mL 7>
7x5—+t1 (CPT-1) Ri&E C16 < 1.0nmol/mL
SEBHR/EES L ROFLT UL C16-0H > 0050 73 C181-0H> (e
CoA fii/k¥%&E3% (TFP/LCHAD) &  0.050nmol/mL
7Im
KBREE ¥ MY REE Cit > 40umol/L Cit > 200umol/L
17&RE
HIEER N .
5% RHEWE B-4 bF45—CRIBE (3K CS-OH > 080 #2051 >009 ()
z 1&E
2
) HINZF L bT L RK—4—REE (CTD) CO < 8.00nmol/mL (kE)
i
= €8 > 0.30 #2 C10 > 1.00
= N C8 > 0.300nmol/mL » > nmol/mL T
.. .
4 mwm CVHROELR (GA-T) C10 > 0.50nmol/mL C4~Cl18. Cl41. Cl81 &
5 RHERE LR
2 ARE LD F LT R RS
7z 7¢I (CPT- 1) RiEE (C16+C18:1) /C2 > 062 Ho )
HNZFLTINANZFL FTR €16 > 3.00nmol/mL
Of—+ (CACT) RiBIEE
$54 h—2 8.0me/dL bl E 554 h—2 20.0mg/dL bk
B0 k=R 1- 1 LB -
N (RE)
5 mE ‘ 25.0 mg/dL LIk
o RHAREE H57 b-IME FSTh—Z-1-ULBE-UJIL RS
& 1RE P27 15— HEiEM (RE)
HAEREBL L
UDP- TE X 5 — &M .
BRREL L )

GE) Phe= 71207 7=, leu=O4 22, lle=1VAC1Y Y, Met=*FA=>, Cit=> MUY, ASA=TILXZ/INIE
CO=WBEN I =F>, C2=TEFIHINZF>, CO=TOEFZINAHILZF>, CES=AYNLYIAHIZF>, CEA=FFVIAHIZ=F>, C5DC=~R>ELY
FALIWAINZF, C5-0H=3 ERAFIIYNLYIAINZF>, C8=FT R/ AINAIVZF>, CIO=FThH/ANVHAIVZF>, Cl41 =3I LIILHIZ
Fo, C16=/NIV I RMIVAIVZF 2, C16-0H=83 E FOXFYNILI MILAINZF L, C18=XFTT7AALIAINZF>, C181=F 72721 /1IVAILZF >,

C18:1-OH=38  FAXYF LIV HIZF >
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(2015 %)
HHREE WHEIEE AERE RRRE

73/ BABERE TI/EB H2LF LI XED HPLC i&?
BRBAHESE FUNANZF B F BT RED ST A,
FER R ERE TINHIZF B F LT RED 2L F LT XED

#57 h—2Z (Gal)

555 F 211 B (Gal1P) Gal-Ri% (BR%) Gal-Ri% (B%=i%)
MEAHESE z el

HZ U b—ZXMIE
(#> =) RS2 15— tiEt

HZI =AU BT II

R kT —ik BRE) R T ik (BFRE)

UDP-#Z7 b—R-4-TEX T —HiE%

IEX -tk BHRE

GE) 1) 2 FLEEANNE 2) @RAGK IO NI F 7k, ) HX7O% M5 TEERE

i & FRBAER A R EE O W RS TRk % R L7235
HIE, YT ANRAGEE TR NI T
Btk (GC/MSHE) & VTR ZAT) o 7T
77 b= AMVEDF B TIE, GalRETH 77
F=AEHNT 7 F—=R1) YBEOEREIT, KA
NG —EETHT 7 F—RA1-) VBT )V NT VA
7 =7 —BiEOFE W2 A 5o M Tl
%R LR ORI, GalREE KA b T —i
12 & DM, ¥ X5 —EFETUDP-HT 2
F =24 ZERX T —BIHEEOHF AR T 5o SR
PR E SR ORI L, VIR
AL AR 2T o

201 5FEDRIU——VIliE
(D A7) == 7Rk

20154 FEDFRMEEFRER & L COBSRmERRIE
397°T, 2D HbO294AKER (T41%) DB A7) —=
> TREDSE Sz,

AR DMERRIC BT, BRI ANSE 2 &
ENTMARENLSTHET, ZOWFUIATED L Y
BRI S 7-metk (B9 &) 21, $RILEAE 311,
ARG, E oM BRI & 244 F TO HEE
BE) METH o720 INHITHD ) B 2% KR 35
DWW TIEERIMA TH 720

0154EED A7) — =¥ ZilifEx TR L7
PERAERIL 10283914 T, 20144F 12T 16014
BN L 720 AR OFER, FEMEEZ R L CHEERIL

140 FrAERA 7)) —= 2 Figik

TR 728037 X BRI IR AT 3114 (0030%),
AR S A 1411 (0137%),  NRRHERICHE
T4 (0048%), HERNRHRE (FF7 2 F—2A
IfAiE) #4830 74 (0029%) T - 720 BRI DR
&, SIBIDHEBMAER R E 2 o720 TNE 31HNE
TNOWEREZZZ L TBY, A2 V=270
MREEEE LTI SNIERIE 7 = =)V b VIR
Jie (PKU) 161, 71 ¥ 4 Y FRIE (PA) 11, e
7 > v CoA ik S (VLCAD) KIBJE 1B OFE3
BITH>720 BT 7 b — AMIEFE D TFNEHIEE
(20164F11 H) THWIAHEE SN T, 512,
¥ VT AR A2 GEEOR NS V=T b T
Y AR— & —5HAE (CTD) 261, AVv=F /903
FVEFF A7 25 —FI (CPT-T) KAEFELFID
FI3BIAFER S NIZ0 ZAILE DA & D OB R S
N7z, HHWIIEEDLNL THIDOA 7 ) —= > FIOM
THERIERAITRTEBY TH D, MHD2AFNTNT
NOIEH LB SNz TORER, KA7 ) —=v
7D 20154 FE DR G B3 2 B PR F EELX 9.7 %
(3/31) TH o720
REDVIIAEIZA L ) ==V T BIH L TH D
0154 F TOEFERIA 2 ) — = v FlifE & RS2
AL INFTIIBAINIAZ ) —= 0 755
PEREBUE36BIT, TOWFIZT = =)V b U RIEST
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*3 ERURBEREEDCZRIY—Z2 JTHi#E

(20155 )
# | BEmL BERE MREE e k=
H B BaK KIEH (%) hia (%) EH (%) FEEHAR
73 /BHEESE 102889 31 (0.030) 2(0.002) 1 (0.001) PKU 1
BHRBAHESE 102,889 141 (0.137) 21 (0.020) 1 (0.001) PA1
o = £ e VLCAD RABIE 1
i ae Ed=¥nd 102,889 49 (0.048) 5(0.005) 1 (0.001) (CTD*2, CPT-T* 1)
EEAHERE HZ U b—XMEDEE
(557 k— = ) 102,889 30 (0.029) 3(0.003) 0 W1
& & 251 (0.244) 31 (0.030) 3(0.003)

GE) % 1 2> T LRRAE2RAY —Z  IHREE (RRBUCEEET L W)

JEOBI, A F)V~u YERIMAE LB, 7V & VERIIAE 1
BB, AFra b=V r) > RREESR, s T
2V CoA WK RS /RKIBRE2 B, Mgl 7 2 )L CoA
KRR RIBAE 2B, SRR/ K3 v Fu Xy
7 ¥V CoAKFEER RIBIELBI, © X5 > i
078, 57 b—=A1-V) VEET)INIT VAT <
T —YRIBE (FF 27 b—ZAMSE TR 161, 527 b
F o —ERIBEE (7 7 +—AMAE TR 1341, UDP
HIAN=AA-TERT—ERIBIE (T 7 b= A
MAETHY) 4660 Cdo o720 2IRAZ ) — = 7RG
HBIXOBIT, ZOWERIE, ¥ b CRIEE26], v
ZF YT Y AR=Y —FEREAR), TIV=F 0
SMUVEF AT 25—V IKIBRESBITH - 72
% B, 20154 1E, HPLCZ & OREPMRARIZ L ) A
7)) — =2 FRGEEUNORBEEE TR S
Mol

BAEDA D) — = 2 T RIBO5 AL % 376
VR L72e ROFRMEIL11628 N2 1 ADEIET
HY), ¥ TAIA2RMNGHEETH LY M) IR
it &£ CTD B & O'CPT- L RIBJiE & S 72RO FE R,
BHEEIZ9242 NIZ1 NDEIETH - 720

(2) A7) — = 2 TEZRRERDHERI IO T

201545 BE D52 (M) IR 4/ A2 13:93.0%
T, BFE5FEM (2010~ 20144EF) ORI ZFNZ
929%, 943%, 929%, 926%, 925% TH -7z,

AR TRIEE S AR 201740 H4675

FRESECDOVT
AETEELWAZ ) ==V THRATH 120123KD
£ REEE AT T b,
(1) PR R B

1. [F—OBFEC X 2 FlE OEli
TRUERBEERESIICB AT, BFEER
L 72k A — O CRAIIE 21T > T o
Bl BANENC & AR DI

T3 BRAHEEREOMATIE, ¥y TAY
AFETHRE &R L72BIRIZ O\ T HPLC T
WA AT, ARRAHEEORAETIE, ¥
VT AR AFTTEE BRI ORI O
CTGC/MSEECHERBBEXRAT Yo T 7 b—A
MFEDOHAETIE, GalR%Ed 5 \VIERA b T —ik
THtEE 7o 7oBARIZ OV T ZE X T — BT
A EAT o
. SRS X B

TR RS BWT, BEH, H
BBz, BEEE RV 7zllEEoEH 2 4
2 BTG - CREEEEA To T Ao
. AR X B ERE

BRSNS TN Y S e N v i) 7 Y
SNTZBE O & AR (FRHZBRILS
7ARAR) 2T, 7 3 BRE B ATRTCHE
L72MiE 7 3 VBRMEE, ¥ v FAAEB LY
HPLC #:%& FVCilllsE L 72 AR h 7 3/ 18
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K4 BRINRBORI -2 TEBRERR

(2015F )
E3 oY
e wn o TERN pEpmae BROMERS B
1 & 2900 5  Phe; 10.2mg/dL — TIZIA NCRE
2 2965 5 C3: 5.46nmol/mL, C3/C2:0.29 C3; 4.22nmol/mL, C3/C2; 0.50 7oE+ CEMAE
3 5 3368 4 C14:1 ; 0.48nmol/mL, C14:1 ; 0.40nmol/mL, HRIET )V CoA BKFRER
C14:1/C2 ; 0.042 C14:1/C2; 0.023 RASE
4 Z 3492 5 Gal ; 1.3mg/dL, G-1-P; 26.1mg/dL, Gal; 1.5mg/dL, G-1-P;25.7mg/dL, # 5 b—RME HwW
FA RSk ERB Y, KA b =ik BB,
TEAS Uik EEEEELY T4 Uk EHERES
5 Z 2848 5 CO ; 5.14nmol/mL HIW=ZF 2 bT LIRS BEIE"
6 Z 2948 4 CO ; 3.24nmol/mL HIWV=ZF 2 bT L XR— S REE"
7 Z 2836 4 C16; 2.41nmol/mL, DIVZF NIV bV TS

(C16+C18:1)/C2 ; 0.82nmol/mL

27 15—t RIBE*

GE) * 2T LRRE2RAY-—ZCITHRER

x5 HRUABERBECEENZ7 Y- TlE

(1974 ~2015 )
# B BRD BERE NRER . -
. . , - BN AREONE
FE pmy gomm goEm RRM e N RBOMER
9% 415861 1790 108 59 PKU5 ; HIS 54
1981 PKU 2;HPA 3;HCU 1;HIS 73;GAL- T 2 ; GAL- 1 8; [H-MET 2; T-MET 5; T-CIT 2;
1981 550138 1357 174 89 T e
1986 PKU 5;MSUD 1 HPA 4;BH4 1; GAL- I 5; GAL- 1 10; HIS 59 [CIT 15 H-MET 1 ;
~gp 497485 904 137 8 1.GAL1:T-CIT1]
195y 463719 667 79 46 PKUQ:HPAG:HIS21:HCU2; GAL- T 1; GAL- I 7 ; [H-MET 1]
e, 463087 522 52 15 PKU 4 HPA 5 GAL-T1 6 ; [H-MET 1]
2001 470316 893 67 21 PKU1;HPAG:BH4 1;MSUD3;GAL T 1;GAL- 1 9; [T-MET 1]
2006 95321 177 12 4 PKU1;GAL-T 1:GAL-I 2
2007 97295 198 2 2 GAL-11;GAL-I 1
2008 98964 187 23 4 HPA2;MSUD 2
2009 99929 137 13 2 PKU1:HPA1
2010 100409 95 12 3 PKU1;HPA1:GAL-II 1
2011 98592 94 13 5 PKU4;:MSUD 1
PKU 2;HCU 1;GAL- T 1;GAL- I 1; PA 3; MCAD %&I&IE 2; TFP/LCHAD “igIE 1;
2012 99314 213 33 M S KU RBE 1 CPT- IRIAE" 1 : [H-MET 2]
HPA2; MSUD 1 GAL-T 1; GAL-T1 1;PA3; MCC 1;GA- I 1;
2013 100375 211 34 10 HoAZi Mgt
PKU1; HPA 1;MMA 1 ; PA2; MCC 2 ; VLCAD Xi#8f 1 ; GAL-II 1 ;
2014 102729 166 40 o BN MM ]
2015 102889 251 31 3 PKU1:PA1;VLCAD RIBfE 1:CTD* 2; CPT- I RIBE* 1
PKU 37 ; HPA 31 ; BH4 2 ; MSUD 8 HCU 4 ; PA 9 MMA 1 ; GA- T 1 MCC 3 ;
368 MCAD RIBIE 2 ; VLCAD RIBIE 2 ; TFP/LCHAD RIBE 1 HIS 207 ; GAL- T 1
GAL- T 13 ; GAL- I 46 ;
At 3865423 7862 849 ;{ﬁ;;ggz S MU LRIBE* 2 CTD* 4 ; CPT- I RigfE* 3
&R [HMET 7 T-MET 6: CIT 1 T-CIT 3; ARG 1 ; T-GAL 2]

() PKU=7 2247 NUBREE S HPA=E 7 1 2752V MIE ;BHA =E4 757 ) REE ;MSUD =X — 7L 0Oy THRIE ;
HCU=7RE L XFURIE ; PA=70OE 4 L EBMIE ; MMA = % F)L~ O >EEMIE ; GA- I = 7L 2 JVERMAE T Y ;
MCC=XxF)by0 h=JLYJ) > L FREE s MCAD =8 77 3 JL CoA Bk 3&E%5R ; VLCAD =R $H 7 > )L CoA ik FRlEs |
TFP/LCHAD==%Ef#5% / £$#H 3- £ KO ¥ > 7 Y ILCoAR/KHREESE ;HIS=b X F T > MfE ;
GAL-I=HF 7 b= A-ULBIIIIN IS A T 7—EXRIBE ;GAL- I=45 7 bXxF—EXRIBE ;
GAL-M=UDPAHZY h—RX-4-IEXATZ—HERIBIE ;CTD=HI=_F> rT L AKR—2—2EfE ;
CPT-T=AINZF /NI hILRS2RT25—€; MET=4F A ZVMfE; CIT=3 MUY > MfE ; ARG=7JLX Z > MIE ;
H=5;T = B ; =4 FLvXE2 kusEs; | | =dsi%s

<HFREOHE >

1974 ~ 1975 £ & 2KE
1976 £E 49K
1977 ~ 1993 £ & 5&E
1993 ~ 2011 & 49KE
2012 FE~ 17 =&

i S| 2 8 N 58
;7 1 v N URREE,
; 7 T2V b URREE,
;7 T IV b URRTE,

KEYXFURIE

KREVAFURE, A—7)0y TRE, #57 b—XME
REVRFURE, X—7)v0y TRE, #77 b—XMfE, & XF T M
KEYRAFURE, A—7Ni0Oy TRIE, #57 b—ZXMfE

IRIDETLRIENRRI) - THRREE (16 FE) £HF 7 b—XMAE (1 KE)

142

MR 7 ) — =2 gt
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fEZ LT, ¥ 724~ AL HPLCEDIE
TEEEDOEH 4T > T\ 5o
5. I & 2EH
T3 BRHREAE L T 7 b — AUMIE OB
T, ENVERFEREE v 5 — i3~
ARAY ) — = 2 TIFRERLO 2 MM E FR
A, AR EE & IR E
7 EOBATIE, KEBH TP EL Y 5 —
(CDC) B> A MU & PRtk & T, X - R
EI 7 & CREEHAT> T,
6. PEBIEEME % FIV 7R
7 3 MR EIEOMESETIE, 14
SRRV HPLC O NMEE B & LC /) v
I W) 2 GTREE A R L O SR
#iToTWh,
(2) PPk
| e~ & — e~ A A S ) — =
v 7TgEE & KEICDC A% L C v 2 /MR R R
12, ZNEIESEDEEGTSIML T 5%, TEDOH
FERHIC BT, AREIIARER DB LA &
L COEWVEHIT% ) 720

HHDIC

0154EFE Y ¥ F A< AENERITEA ST
FEHE Do BAPMERED S AFEMIZ Y v T A~ Ak
WX F ISR SN REE A D L, 20124E12
7T Y JRRIGE, T OV CoA KRR K
BIE, —BHMER /B3 b Fu X2 7 2V CoA K
FREFRARAE, Z LT M) Y RIBIEE B V=T v
ISV MMV ET AT 25—V DRI (ME1L 5
YT AR AF2UOSGHBEL) OSHE, 2013FEEIF S
LIZAF IV rua b= v 7)) ¥ VIREE, 7OV & VBRI
fE- TR, HNV=F ¥V bF U AR— Y —BERE (5~
T AV AP 2R RIRR) O3BE, 20144FEIE A F
Vv a CERIE, RS T7 2V CoA KRR /K
FED 2FEBATND - 720 20154F BEIZH 72 7w S iR
(BF) ORI o 72b 00, FilzREEL OW
KNITND S BEEEMITHK DL BbNb,

AR TRIEE S AR 201740 H4675

®6 AXRMABEBEORRER

(1974~ 20155 )

®= B MEREH BRI RERE
5 7T ZIvir b BRIE 3,865,423 37 1/104,471
3 BIIZATIZCME 3,865,423 31 1/124,691 }1/55,220
&) é EA 7T REE 3,865,423 2 1/1,932712
i X x—7u>oy FRE 3,865,423 8 1/483,178
# ok o 2 F U FRIE 3,865,423 4 1/966,356
=iE IE 3849217 1 1/3849217
£ % HZ Y b—ZMIE T& 3849217 13 1/296,094 11/55,944
IE & Mm% 3,230,806 46 1/70,235
H TOEFCEMAE 405,307 & 1/45,034
Eg% A FIvv O BLE 405,307 1 1/405,307
F’E— ® JNsIVERNETR 405,307 1 1/405,307
#HoAFLIORZLGYSURE 405307 3 1/135,102
# P& MCAD RiBfE 405,307 2 1/202,654
%g VLCAD Ri&8iE 405,307 2 1/202,654
fEX TFP/LCHAD RiBfE 405,307 1 1/405,307
& &t 161 1/11,628

AUTFTLRRAE2RATY —Z L TREFEKRE

oMY U RIBEE 405,307 2 1/202,654
CPT- I Ri8fE 405,307 4 1/101,327
HIVZFL NILRR-L—BEE 405307 3 1/135,102

KAL) — = v 7 THRRERB T IEA G DI
7, RETIIEMO I )Ly v MEMIHE
L7z kT, WAk R (FREmR) o 1He LR
TR & MR | AR S TS L T\ b L L,
¥ T AR AETHELINLERIZSD L 2 A
BElCE > THE DV BIFEADRVEETH D Z L%
<, LB &5 UGB BEOXIGIC BT 2R
CHEREZZHCET 2MEE0LH v, &
DIz, bIbIUIMAEZIT) 72T TIE %R <, W5
BB OERIRAT LR FB T - 161289 5 B PR TR
(2858, WG U TREMAT S IO/ R %EN

RA - GRR Ex HIW
& L7 o (i 7 3 BRoT, PR BHAST,
&7 3 VA v =F 253401, IRAEERHT2 &) 120
BUEIZEE TS L CB Y, EEORET & L
ik 7-912, Zih b & Bl R0 - HE I E
LTWEWEEZ T,

TRURHEFRED A 7 ) — = 7 HIMEFIATD
NCTV5EZ ERIEFICEIEL L, THIV2nk
BALROD T 4 1R BH OB AR K LTz,

o HeRARSE)

WHERA 7)) — = v i 143



e R IRIR R T AE (CH) @

HHEWR A7) —

[EUsIC

1979 (HEF154) 4570 & IS & 5 e R I HURBR A
B TIEOH AR~ AR ) —= v F B & 1,
STAEREE L Tk, RIS, WHHBBIC L - T,
FeRVEFIRRBERE L T RE O MR T 1213, ~ AR~
) — = 2 VBB LIEN A TREERICEEE L T B,

WHAIBFHIES S (UUT, AR) 2B 558K
PEFRBBEAEIR TIE R 2 1) — = & ZIERIC D &
NTW5Y, RROZLE & HITH7-%MELEL
THY, RENEAZ ) —= 2 7RTIR, A7) —
STV AT AOUEDI2DIRET L G E e T
Wb,

2014 (FFH26) 426 H I HA/NBA s L H
RYART ) — 22 TS S [FERER IR RE
BT ARAZ ) == 74 FI4 > (201444
GTHO | VAT S 7z BB CIEAER,  HRRIIEL
AIVE Y (TSH) BEFTRIE, T_CEMET 1615
L CHE R AL L TR LT &7z, Ll
COHAFTA VICHDE, 201644 X Y TSH
MEEFORE §ARCAMEIZET L7z ZHUEIEF IS
REGUHETHo72EZ D,

2015~ 2016 4-12 1%, [ OARHE AR E R o 2
] BRI 31T 2 SRR RIS T E~ 2R 2 2
) ==V TOBERIIIOWTHET L, ZOmREEHAR
VYA A7) ==y TEEFRICERL Tw5 Y,

ARG TIE, 20154EED A ) — =0 THAED
EOEIRT

144 WA 7)) — = v T

—_—

—

¥ 7 E i B A

¥R K F

RRUFERKERER > 2 -8R

2015FEDRIU—ZVImE

IRENZ B B 20154E FE O S K HUIRBRAR R T
fE(CH) DAY ) — = Fifif e k<5,
(A2 ) == 7 )ik

RIAEIE 3 C & FBRICRZ G A #K I TSH % 52 L
720 TSHIE, ELISA#: (x> # 7L — } Neo-TSH,
VRV ANNVATT AT T ) AT A 7 A%)
THIE L, @RS DS A3/ 85— > & 4 VDN
DRI DOV TFIIE X T 720 2IMERT25u
IU/mLEL B %R L7238 1R i, 9~25
w IU/mL OGEITIEHRIM E L7z, BRI L O
FF 2 BRIMARIC O W T OB, R1ITRT,
F72, WIETEMED A3/ 8— 1 v 7 A VLI O
KIZoWTld, #EEEH A a3 > (FTy) % ELISA
FE(EZFTL—=FNFTy, =AY ANVATT -
TATT I AT 47 A%) THEL, &L L7z,
TR BED & OMARIZ DWW TId, TSH & FTi O
FHEWEL TW5, BBl owTid, TSHE &
& D ICFTAE S FRIMEFAERI A 5TV 5,

x1 2MFTRICK ZEXERIREBEETE
27— THIEREE

HER BRIMEE B < fRIARE

TSH = 25 : fIREERE

(Wu/mL) 9 ~ 25 : BkMm
SMFR <9:EH

=12 BERE
6~ 12: BaRi
<6:E%®

z 5 BERE

<5:IE%

GE)TSHER 3/S—E> 2L D HEDIZONTIE, BB rOX> > (FT.) %
BELEEELTVS
BHROAEEIBUERBL TW3IHAE, S54BEBREETS

FRUER TR S 201745 4675



PEROFT AL, fE3R1.0~30ng/dL & L (2) A7) —= > 71

TE72W, BRI L T, R21CTEGEE RO AL ) — =¥ s 2R3, 2015
- RIMA#EH FT.OSEMEZ R Y. 72720, EREDHMA Y ) — = > T e R AR .
B ETTOSEMETH Y, HEMETIIZ 20154FFED A 7 1) — = ¥ 7 DRHAEIE 102,889

NT& -7z (F3)o 20004F KA 5 HBILATBE T i
L7 SN o 727280, 2000 4F-FE DM AT H

®2 Y (O% > (T) OBRENE .
: e 5 (7 2 e ')
RMBAKIIC 51 5T (M) £-255DfE (98101 A\) 19994 Ff 12 Hb T 7,342 AHEAN L 72,
FT r‘lml - > o >
e L 2001 413 20004FHELZ T 2,074 AA L, 2002
& 4~7H 8~14H 15 ALIE
ERAEON M-255D M M-255D M M-255D M ~2005fFFEIX S HIZEAP LT dbo LAl B
~25 <020 058 036 074 041 131 FROMARUE 2006 45 DI IER & 722 0 1005
26~ 31 039 117 067 168 072 159
32~35 077 172 ANZHBR T oo TORNE, 20154 EOMHE
36~37 126 227 120 222 086 188 TN
12102889 A &7 1), 20054 (90,784 A) 12T
38~ 143 243
#3 FENEXREFREEERTEDCZ V) -2 THE
(1980~2015 )
wmmep o % E TSHEMm3 TSHE® plu/mL (%) TSH cutofff&
FE g 2 a2 — =t il BLEDEE (%)
TORER O/ (%) ® 15~40 40~100 100< SEl %
1980~1984 673,686 564,717 18,142 (3.21) 684 (0.121) 46 (0.008) 59 (0.010) 789 (0.140)
1985~1989 587,334 510,382 16,795 (329) 1214 (0238) 58 (0.011) 42 (0.008) 1,314 (0.257)
1990~1994 508,463 467,437 15475 (3.31) 2459 (0526) 85 (0.018) 52 (0.011) 2596 (0.555)
1985 126,178 106,874 3,581 (3.35) 154 (0.144) 12 (0.011) 9 (0.008) 175 (0.163)
1986 121,745 103,531 3,278 (3.17) 241 (0.233) 7 (0.007) 13 (0.013) 261 (0.252)
1987 118,509 102,373 3,352 (3.28) 233 (0.228) 12 (0012) 7 (0.007) 252 (0.246)
1988 114,422 101,487 3,288 (3.24) 300 (0.296) 10 (0.010) 9 (0.009) 319 (0.314)
1989 106,480 96,220 3,296 (3.43) 286 (0.296) 17 (0.018) 4 (0.004) 307 (0.319)
1990 103,983 93,874 2,993 (3.19) 412 (0.439) 16 (0.017) 10 (0.010) 438 (0.466)
1991 103,226 93,804 2,991 (3.19) 490 (0.522) 18 (0.019) 10 (0.010) 518 (0.522)
1992 100,965 92,324 3,069 (3.32) 460 (0.498) 14 (0.015) 15 (0.016) 489 (0.529)
1993 98,291 91,885 3,197 (3.48) 496 (0.540) 21 (0.023) 10 (0.011) 527 (0.574)
1994 101,998 95,512 3,225 (3.38) 601 (0.630) 16 (0.017) 7 (0.007) 624 (0.654)
1995 96,823 90,104 3,012 (3.34) 446 (0.494) 11 (0012) 6 (0.007) 463 (0.513)
1996 97,954 91,678 3,011 (3.28) 513 (0.560) 18 (0.020) 14 (0.015) 545 (0.594)
1997 97,906 90,793 3,032 (3.34) 630 (0.694) 22 (0.024) 12 (0.013) 664 (0.731)
1998 98,960 91,756 3,071 (3.35) 619 (0675) 19 (0.021) 13 (0.014) 651 (0.709)
1999 97,959 90,759 3,025 (3.33) 727 (0.801) 24 (0.026) 15 (0.017) 766 (0.844)
2000 100,209 98,101 3,500 (3.66) 871 (0.888) 30 (0.031) 20 (0.020) 921 (0.939)
2001 98,421 96,027 3,479 (3.62) 707 (0.736) 21 (0.022) 18 (0.019) 746 (0.777)
2002 100,117 95,631 3,229 (3.38) 654 (0.684) 22 (0.023) 14 (0.015) 690 (0.722)
2003 98,540 94,977 3,236 (3.41) 634 (0.668) 12 (0.013) 15 (0.016) 661 (0.696)
2004 99,284 92,807 3,080 (3.32) 603 (0.649) 26 (0.028) 18 (0.019) 647 (0.696)
2005 96,553 90,784 2,980 (3.28) 643 (0.710) 26 (0.029) 15 (0.017) 684 (0.753)
2006 101,671 95,321 3,190 (3.36) 719 (0.750) 25 (0.026) 16 (0.017) 760 (0.797)
2007 104,527 97,295 3,201 (3.29) 652 (0.670) 14 (0.014) 16 (0.016) 682 (0.701)
2008 106,018 98,964 3,320 (3.35) 681 (0.688) 15 (0.015) 14 (0.014) 710 (0.717)
2009 106,015 99,929 3,296 (3.30) 808 (0.810) 18 (0.018) 15 (0.015) 841 (0.842)
2010 108,008 100,409 3,244 (3.23) 739 (0.736) 22 (0.022) 17 (0.017) 778 (0.775)
2011 106,500 98,503 3,160 (3.21) 665 (0.674) 16 (0.016) 22 (0.022) 703 (0.713)
2012 107,401 99,314 3,139 (3.16) 528 (0.532) 15 (0.015) 19 (0.019) 562 (0.566)
2013 109,984 100,375 3,168 (3.16) 537 (0.53) 14 (0.014) 14 (0.014) 565 (0.563)
2014 110,629 102,729 3,081 (3.00) 474 (0.460) 16 (0.016) 18 (0.018) 508 (0.495)
9~25 25~625 62.5<
2015 113,194 102,889 3,255 (3.16) 476 (0.462) _ 22(0.021) _ 12(0.012) 510 (0.496)
= 3926246 3561976 117,220 (329)  17.683(0.500) 597 (0.017) 476(0.013) 18756 (0.527)

(3E) TSHD cut-offfiiid 1985 FFE % Tid 20plU/mL, 1986~ 2014 FEd 15uU/mL, 2015 FELIE L MFTRADEE (AL Ouiu/mL
TSHRIE X, 1987 FEE £ TIFRIAGRAE 1988~1989FE IFRIAY > K1 v Fi&, 1990 FE & V) ELISAE
()AL, FREL>2—TORBHICHT 5% ERT

SR TR AT 201748 4546% R A7) — = v TR 145



F4 AREXMRREREETENZ V) -2 TR

(20155 )
Y S S AT, o
- Wk EHE R B BitE R R
BREH 2HEH REH BRE(%)  ages B EALY st
20154 4 8,209 118 246 44 (0.54) 1 2 0 3
5 8,710 165 261 46 (0.53) 1 2 0 3
6 8,694 145 261 38 (0.44) 2 3 2 7
7 9,086 195 272 41 (0.45) 3 0 2 5
8 8,464 147 254 48 (0.57) 4 7 0 "
9 8,935 161 268 52 (0.58) 5 6 2 13
10 9,170 180 275 73 (0.80) 5 8 0 13
11 8,278 181 248 48 (0.58) 5 3 0 8
12 8,699 158 261 52 (0.60) 2 6 0 8
2016 F 1 8,365 146 251 50 (0.60) 4 6 2 12
2 7,948 139 238 55 (0.69) 1 7 0 8
3 8,331 160 250 48 (0.58) 7 4 0 11
5 102,889 1,895 3,085 595 40 54 8 102
(%) (1.84) (3.00) (0.57) (0.039) (0.052) (0.008) (0.099)

12,105 \HnL T2 % (R3).

20154 TSH 9 1 TU/mL Pl LD AFHE510 A
(0496%) TH Y, FHRILE 7 % TSH 9~ 25 41U/
mL OA4T6 N LA EIN B 5. BIREE L 7% %
TSH 25 x4 IU/mL L LD ¥ 34 AT, 20144EF &
[[%CTd > 720 TSH 625 u TU/mL Pl L CTEERE

WLEEEZ bz — AH1260(0012%) & Fh
Tz (R3),

WA A N OZEB % 25 &, 201541
X, 10D EESh-7-00%, 8H, 98, 108, 1A,
SHTH 572 (F4), 2004 ~2015FFEDRENE
Brihsbe, HE~9H) 1245, 4(12~3H)

SERMERIRBRIREEE TED B AEEIRERIRL

(N)
160

(2004~20155 )

140 T

BSOS R O X

146 FrARA ) — = rigd
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ZEWED RSN S (K), WEmRASE, 47
L b AR ER L v, R OFZ
B & BT 5 0%, BIRIEVWETH L, FEE
O TSH OBEMEDO 54 % A% &, Az ki
B <, BN 2 2 EFAHR STV D, KD
EWIZL D, FEROHAERO TSHIEAZLL T
WATREMEAS D o T b, FEVIT & TSHAEA
EAL, BRELKTT2WEEESHL L) L
72, F7z, TSHOWEMEIXEAZOBRIMH #IZ D
W IN Do RIMHESFWITE TSHILEE & %
bo ZOL)BEbEY, B MEE{ToT05
LEIAHTHb

HHHIC

CHOHAR~Y AAZ ) —= v 7%, 3BEML
DEBRZHH, DHPETE K OBRE HIT T 5,
20144F6 HICHA/NRANG TR EHRT AR
1) = = TEEH S [ R IR IR AR T iE < A
A7) == 7HA KT 4 2 (20144E4ETHO | b H
SNz LA L, 2ENICAT, CHOFER~ R
AT == TSI FZFEREN S W2 L SN T
%o TSH & FT. D FFHAED— O HIH D AT
LT T ARnWZ e, FE—0fENEE 2 X
9o TSH & FTyDFIEHIEC & 0 FAK kO 58 RK%E

AR TRIEE S AR 201740 H4675

RIS TIE D SR SN D L9 12h 5 2 L HE
FNb. Ak TSHE FTiORIERIE A EER I
JR35 2 EDHIRFE N T2,

BB~ AR ) == v T EZ 2B 5T,
LVEMTLOVARRAZ ) -V IV AT L%t
g LD, MRKOHWTH D, ZOIEARKEHIC
HloC, 44 b BIREHRE L odf L Hic ko T,
—OVEOMEMAUE L T LEDNH L L E X
%o

SEER

D) e REF IR TRE~Y AR 7 ) — =2 777
A F7 A4~ (20144F2ETHR) . HAVRNEN W
&R — A ~_—7T  http://jspe.umin jp/medical/
files/guide20140513.pdf

2) BRI, /N FE, AR, MY, HtHE
PR3, 7 M, MK RO AR E
Yo 2181 HERIMIZ BT 5 FE R FRBRAS AR T E
NAAZ ) ==Y T O HRYA - A7) —
=V UEEEERE 26 0 65-72, 2016

IMIEKE, B, IR, RE O, R B
FHGE © B O PIREERE. IR 35
1623-1627, 2005
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SR MERIE B D
R~ A2 7)) — = 0 FERE

BB H O —

RREMEMAEREBEM

(FUHIC SAELHERDEHRIH > T, 20154FEEDOREE L
Je R VR BR B (21 K MR AL B 35 K 48 E / LT, T, OZNFEFTORAY ) —= > Zilifl, @20154F

CAH) FiER~ A A2 ) —= > 7121989 (FRA164) FED A7) — = v 7 EEiki & Z OiE, 32015

1A L) EEICHAT S, 25401 L SkRE L 72, FREDAEE AT OB, @D20154FED A7 1) —

WA TR & (LT, RE) 45 E TICA Y = 7—%IRDED, W {OPDRFERIZOWT

) ==Y TR To RAERBUI 20 T N R, £ DUFIZahi~< %,

DRI LIRS ENRABETH Y, 207 —

Yt A2 1, HARIZBIFACAHDAZ 1) — INFTDRIU—ZVIRi#E

SIS OMAE L LTI LIRS, RVIRRIIBIT 5 KEEOZTHBAS, TR

®1 EXRUEIEBEMBRECEENZ 7Y —Z2 Tl

(1984 ~2015F )

AETD - S 4 A % RBERERICHT 3
£ & frei BROH (%) BERER (%) BREH(%) BEHOE (%)
Pilot study

(1984. 1~ 1988, 12) 132,289 748 (057) 42 (0032) 11 (0.005) (26)
1988 22,199 31 (0.14) 6 (0.027) 2 (0.009) (33)
1989 96,220 115 (0.12) 32 (0033) 5 (0.005) (16)
1990 93,874 213 (023) 30 (0032) 7 (0.007) (23)
1991 93,894 173 (0.18) 14 (0015) 2 (0.002) (14)
1992 92,324 247 (027) 25 (0.027) 3 (0.003) (12)
1993 91,885 223 (024) 24 (0.026) 8 (0.009) (33)
1994 95512 274 (029) 20 (0021) 6 (0.006) (30)
1995 90,104 276 (0.31) 17 (0.019) 5 (0.006) (29)
1996 91,678 271 (0.30) 23 (0.025) 6 (0.007) (26)
1997 90,793 273 (030) 17 (0019) 4 (0.004) (24)
1998 91,756 246 (027) 19 (0.021) 7 (0.008) @37)
1999 90,759 311 (034) 15 (0.017) 3 (0.003) (20)
2000 98,101 404 (041) 28 (0.029) 1 (0.001) (4)
2001 96,027 428 (045) 13 (0.014) 5 (0.005) (38)
2002 95,631 456 (0.48) 13 (0.014) 1 (0.001) (8)
2003 94,977 381 (040) 15 (0.016) 4 (0.004) @7
2004 92,897 461 (050) 11 (0012) 1 (0001 ) ©
2005 90,784 510 (0.56) 16 (0018) kB (— ) (?)
2006 95,321 530 (056) 20 (0021) MR (— ) ()
2007 97,295 571 (059) 20 (0.021) 5 (0.005) (25)
2008 98,964 570 (0.58) 15 (0.015) 4 (0.004) (27)
2009 99,929 494 (049) 14 (0.014) 8 (0.009) (57)
2010 100,409 476 (047) 17 (0017) 12 (0012) (71)
2011 98,593 456 (0.46 ) 6 (0.006) 3 (0.003) (50)
2012 99,314 590 (0.59) 15 (0.015) 3 (0.003) (20)
2013 100,375 656 (0.65) 29 (0.029) 7 (0.007) (24)
2014 102,729 574 (056) 26 (0.025) 6 (0.006) (23)
2015 102,889 468 (0.45) 12 (0012) 7 (0.007) (58)
m o 2737522 11,426 (042) 554 (0.020) 136 (0.005) (24)
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PR G, B L ORI T35 2
NHOFK, [AESNIZEIRBE COR, FEhdL
263 2 EIRBOEI G Z IR L7

REAR/NA Ty b A 71 FAGk A 5 2015 4F
F TSR SN BERE, BFREZ T Rd o
722005~ 2006 4 £ 2 B < £ 136 AT, T DML
1/2,0128 (136/2,737522) T o 72o ZOHEIIBH
Gl E & b =L, 7o EDMENICH 5o

2015FBRIU—ZVT/tE
(1) A ik
SERERIE SIEBSEDHHERA 7 ) —= 0 7B

\F % AN 17-OHP O W5 S5 %, ANEBRILEG PR,

FIPRIMIERE, Kty 20k, fERkEB Y EEE
B AVANVATT ~ FAT T I AT AT A
HELE Y ) THlEE T, E3/8—t 8 1
% & o7kiE, &5 IHMEEC X > TllERAT
3 o FlHEE 7B TR % FIVa 72 17-OHP D-ELISA ‘%
W ICX2HETH %o B 20154FEDHARS D 1ML
BRSO EMFBRIYNVEZ LI L & LT,
(2) FERIMES, SEREEHAER

20154E O AR 2513 102,889 14T, Hif4FEJE &
D H 160 A& DT %) HMREAHEI L 720 AR4E
FESRAEREICH & Hi&, A7) —=v 7%BIGL T

D OREORALE L o7z (R1) o T 72EAEHHA
B BEFAE ROV TS, BT R A
MIEERD o 72 (R 2),

P PRI £ 1 468 1 (045 %) &, il 4F FE O 574 1%
(056%) % T Y, FEEwMALIE 120 (0012%) &,
KIEIZHIERE & 0 i L7z (1) 1984 41T LIS,
SARTOFEIFIRMNA042% , FEHHAA30.020%
Th, T2 RS % L7235 00,
FEHEBAN A > 720 2007 42D 059% % il b
A2 iz U T\ 72 FRBRIML L 2012 4F i DARE 1 5712 Hix
U, BRIC20124FF, 20134EFE TV 371 b K21
Iz Re7z2s, ZZICETHERA L. 29 L7
FREES L DT Y FIZONTIE, HRIIAHTSH 5,
L2L, 0L IHEIAZ) =V T2 # T 5 L
TRELRFEI VLD LHMWILTBY, SHLifE
BE o TR &,

FREWRIZBF 5 17-0HP OHEEIZE L Tid, &
FEF BB E D BEEEL RS T LA
SNTWVLY, AETIXINEEL Y, FHED
2 AR AR B IR & 137 B 3R
Wh L TIREEREEZES T L OO TEY (R3),
ZFORER, FHEEATERIOE A, FIEMERE
i LRSI Z A LR L L THIZE A LR
HboHRVEETHERE L T\,

®2 RAEIEEFRERER

(2015 &)
A W EHERER ool o FREAREN (%) CAH
WEN  omEHEN o (%) " BEH
WIAERE iR

4 8,209 118 282 40 (0.49) 1 1 2

5 8,710 165 283 38 (0.44) 1 1

6 8,694 145 276 36 (0.41) 2 1

7 9,086 195 301 38 (0.42)

8 8,464 147 274 33 (0.39) 1

9 8,935 161 292 26 (0.29)

10 9,170 180 316 41 (0.45)

11 8,278 181 258 32 (0.39)

12 8,699 158 284 35 (0.40) 1 1

1 8,365 146 277 35 (0.42) 2 2

2 7,948 139 268 58 (0.73) 1 1

3 8,331 160 292 56 (0.67) 1

Hi 102,889 1,895 3,403 468 (0.45) 9 3 7
(%) (1.84) (3.30) (0.009) (0.003) (0.007)
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£3 EXMBEIBBFEEE 21-OHD) Y AR 7 U —=> JEa4E#E
HEELBIT17-OHP EEEDREE TV, BIERREDI5~97 /53—t > 21 ILIZHF L T 17-OHP HiH &

EEEL. UTORBICLWHET S

HEIRBHX S EHRERS P EE 555 3RV Cutoff BICE WHIET 3

{£F%¥ v b [17-OHP D-ELISA ‘SR | (198910 A 5)
FMEHMEETERREE (GB) ~ 31 32~35 36 ~ 37 38~
HARERRIBEL (B) * ! ~29 30~34 35~36 37 ~

& & (g)*2 ~ 999 1,000 ~ 1,999 2,000 ~ 2,499 2,500 ~
Cut-off f& =R 75 4 25
(ng/mL £1f1) % % 10 10 10

(3 *1 RMBIMHMEVE EBEEE

*2 FIEHRIIG HAERE, FEERM & & CBIRMEFORM BBV & & (SIRMHEERE
BRMBHMEIERE (g) =HAERKE (g) + (HRMBHE— 7)x20(g)

{EAFE R DFEIEM : 15 ~ 25g/day

(~999g 13#91 » AT, 1,000 ~ 2,499g 139 1 IBFE T HAEMREFE)
SFD (FYTEEHAFER). LFD (RYEEAER) TR DFLHIOEEEICHTRES LV XS, BEEHINT S

2015 F£E» 5 I3 eMEFRRE L7:

201 5FEEDERZREEICDVT

Al L7z & 912, 20154 O EAE TR E 1 12
NTHo72 (R4, i, HHA 66 FHEIAHT
160, —#&Mko0wE 17-OHP MUE % &t fabit 46, %
Wi AT 101 Cd > 720 1277 WiRMEERNE, KK
MIE, WNallEZFRDTEY, Dk &b dinl
QUKBALEE R KABIE L 3T ET AT -5 Lo
BY, BEETHLEEZONS, BRI MR
Beplizvend 1 HBEAETHEICZ Y, Hifd
~5 H CHIEDMEXIT>TBY, BIZHE R
LCWa, LALRDS, S HEGSICHAREY
ZH L b ST, ZHREO M T Na
121mEq/L, K 10.1mEq/L & 3587 B E RH % 78
DIFEGIAHRE S 7z bILbNOfEa: T b 312
His1l T2 KA 11.1mEq/L, ##IkT 1
PRAELEWFIC 2 > 72 B2 B L T b, 29
L7-5H6E, INTEH2 00, FEHZLEKIMAE

1!
>

2R IE~I0HRETRLAEL ZEZRLTED,

a5 7201213, A% 1AL TI7-OHP A
AHETE DL DLEWEREL TWd, £72M
AEIEICBI L CTlE, A7) — = 2 7SRRI A
RECTHo 72BN 1BD Y, HAEDIMESRT EILIZHE
9 PRI E N EE LR BITH - 720

AR, SR TIIEREFERAERE 12610 ) L5
Koo (TH1) 28150 7= 51 & (B PEsE ) 1358 %

150 MR 7 ) — =2 gt

THY), TOFRIFFELHELTORENEETH-
72 (FR1)o

%72, adrenal crisis % &3 W HEIE DO & 5 i AL 7
Bl b 1Bk E, HEml0 £ TIZHEMERERE T
A STz, 161E, BHIAHTH 5755,
TTRADP > T FIHHE 2V EZATO
MAEL ) ZEbHY, BHEPAL - Thho7:
WD 2, WTFIUCLA, A7) —=r 7Lk
EfEhtax & 1 E BB Ol 2 N L Tni %
ZONDHLO0, Jod &) IR M &0 HWA LK
FEZRTODOLH Y, M AEEFEE 3 T O,
HRBIEOVENEIZDOWT, S5 07| &bt & FEnk
EPLETHDLEER Do

Pk, IhooffE#FRE CAHAZ ) —= >
7O HKTH ZIEHEIC L % adrenal crisis DF Pl
EVIH BRI T OB R LT D EER
H5M7ze

F7, COBEREY T, BB
o EAERIE LR L BT,

2015FEDCAHRIU—ZVJ%IRDiRDT
(DA AARE N (HIAEAREE 2,000g i) OFRAIZD
e

DRI & DAl A 7 ) —= 0 FRFEICB T, K&
HAAREE R C 2[RI LA 3 2 2 & oF IS

FRUER TR S 201745 4675



x4 EREEREE

WTHEBESINTEBY, ZOHRFPHARATAZAZ ) —
SV TEENSHEN TS, 20044E 121 3BLRD
& A7 CETIBIEDINAZ H N7z b O HAR
RPIRHAERF AP O FERINIZ, TONFE, H
HAREA2,000g KD RILEH DA 7 ) —=> 7D
RILAE AT 728212, Q417 A, @FED2500g
23 L7y, QBEFEfiRE 2 BT A8, oOwg e
BWEHC2 I HORIMNEITH ) bDTH S,
RETHZOHENIIB> T, HAKEA2000g £
WOV TR & AT 5 & 9 BB AR L
T&7e INEEF 2 20114E X 0 2000g Al T
HiAE L 72 IR 81 5 28] B OBk g% ERHI N
ZTW5 (R2), 20154F 13189514 T, EEKDH)
RIS 50 B EA1X1.84% &, WEAE & 1 ZIF AR
THo7z0 TOHFIE2000g A CTHIAE L 72D E]
HLITZ-ELTBY, 20114EEDRE, K221 —
7BV TE BB R2 HOBAEDIEITS
TWh EEZ b5,

(2) RIA % 17-OHP #ll5E 1 1L D [HRE

2016 4ERROAEHUC DL L7225, 20104E 11 A 25
AIE (L) ORIEIZE, SRLR =27 L9t

AR TRIEE S AR 201740 H4675

(2015 )
FE o, RE FMO 170HP 170HP ¥EZRE 17-0HP  Na K Cl  EIBER Bt A
No. 5] . I ) ' N
® Pagar 0 20©® T AR (gn) gl ey mEg) fEK R 2 %
548 2328 38 2 9 1000kt 2368 S 0 335 140 56 107 &L &Y CAH (SLorSV)
549 3316 40 1 4 1000 LIk 90 B 8 248 132 67 97  HY  HY CAH(SL)
550 3730 40 1 5 1000kt 786 XE 7 263 130 68 93 &Y HY CAH(SL)
N N RFX701 K70
551 2,365 34 1 5 1000kt 1606 B 10 136 58 104 &Y &L CAH(SL) Sy A LTHE
N = KIECH LA
552 3446 39 1 5 1000 Lk 99 B 8 99 121 101 94 HY  HY CAH(SL) SN L]
553 2620 37 1 4 1000 LUk 88 B 13 726 121 8.0 89 &Y  HY CAH(SL)
554 2740 40 1 4 10004k 1691 8 6 316 137 57 103 &Y  BHY CAH(SL)
555 2,336 34 1 5 31.8 139 S 1ol
o, R2704 K70
556 1,828 37 1 5 40.3 10.5 S 97 1l S L THE
557 2550 37 3 26 14.8 29 “ 39 21 141 57 110 &L  #L  —BM%S 170HP MiE
558 2640 34 3 26 71 29 k- 46 0.9 138 58 L &L —@MS 170HP MAE
559 2076 38 1 282 9.3 35 B 281 147 29 130 &Y &L BHTRIETE
(GE) SL : tegek®
SV @ BB MR

L T/ RIA % V72 17-0HP OHISEATT & 7\
RN TV D, 2L 17-OHP OlE H IR ILFR
BIREN T2 00, SEHARSNFy b
AFTELRL Lo 22O RRFER TE LR Lo
TWhOTH5DH, BUEE, L Lok
SHNTBVWTELISAE R HWZlEE2T> T\ b
75, BIEER (2016 4E 12 A 8 H) TIEAABRIGR S 17z
EDERITE 7270 S ERFIICOMRBRE R
BEICR D 2 EDNEEF NS,

BIFERFTRIZONT
AXTIX17-OHP DRERITR T, — kit s
K7 ETITO NS NARILF IR RS A b8 Tl
BRI LTS, Mg e fm—tx 728 57
DI, 20154FFE & ) elFoRE Lz, BED L 2 A,
FNHIZE B BN RELRENL R BRLT
BY, 4B EMFRTMEHRLIR L TLF
ETHbo

Db, fHETIEdH 575 20154E LR MERIE @I
% (CAH) OFER~ A A7) — = ZI2DOWTH
HL7,

WA 7)) — = v rigds 151



HHEWRZ 7)) —= v TR EINT
WA 7 = =)V b VREE OB B
— AR PR S/NRA 7 ) — = TR O b ) —

[FUsIC

FIE DX OMBIE T 2L GRIZTAR) DTS
B2l 8 F EF RIERE B 5 REOBEBRILL
RMEAHEHE (inborn errors of metabolism : IEM)
L) H T I = E N, £ OTEEIL TR
FizkseHEINTBY, 2ok % IEM O—
MoOPEEL, FHRGRIZ L > TERE FHT52 L
DRETH o (HHTREZR IEMITH LT, W E 72
RHBLL T W RN S 2 550 2 3

BIAERAZ ) == 7 EIFATEY), HARTYH,

FARTOHARITR LT HERMERS RSO
WA 270 == 7 | RE T 2 L31977
(EF152) SEABREEN, SHIZE>TWwb, TD
AY ) == T OFNREEEOTTIE, WIWEELZ

KA H #

RREFHEZHSABHRAEAR

&S B SRR IRPERR I T, SERVERIE B E 8
TEREISIRW T, SERMT7 X/ AR E T
%7 =)V s Y IRJE (phenylkeonuria : PKU) 7%
CHEREN, TOFRFITEMI1/5900THS

EPASNIZEN TS, HEHFRIE e (LUT,
RE)/NBA ) — =2 TRHE, BNBIZ K B A

7)== ZRIIGL D5 T OBAIZED Y, B
WX CTHAET P EROBAEZHYL L TB Y, F1

WORT &) e ETCINEF TR -0 7%
ToCT&7e ZLC, 19774, S 2014 CFHL26) 45
FEDIIZPKUB L O ZDESERITH b7 = =)V T
7 = » IfiifiE (hyperphenylalaninemia : HPA) 235&
NHPHER 12 N\OEEREZTT> T, R21I8T &

91250 A PKU/HPA B & UF3 Az HE & FE

R1 MP7 1 ZUVT7 5 MEOHS L 1RLE
REHFHEZGPMRAI V-2 TF)

A DA B
BIERE EHEE AYE BIERE EHEE AYE
Guthrie i%& 1977 ~2002  $#aAfE 73X /BEEANE 1977 ~BR%E SO
TERR TERR
EEHE PSR
EAIISEE
=R 2002 ~37E HEE 2LF LT R 2002 ~37E BEEZ
Jav b NITT 14— TnEEwH ) AN hOX M) — BE/IBFA
* BITRF &= EDFR
EAIISEE
2LF LT 2005~ BEEZ
AN kOX M) — BEIRFA
*= DR
EAlllgxE

152 WA 7)) — = v T

FRUER TR S 201745 4675



L720 COFERIZ, 2016455 58 [0 H ASER A
HEEFERRNIBOTRROOTRZHIHE L2,

72, HAROPKUEFHHETS % [ PKUBOZ -
B L ZFTIE 3 % PKU R OH T, BRi & H AR5
Be/NERE B & RS OREREE 2 ) = v 7 RS
TR E B L TV A PKUBBOIH 7 = =V 7
7 = (Phe) EEMIE S, FT1 OHEETI904E K0
SIBUEICED T TRE/NEA 7 ) — = & Dk
FNCllE L, PKUDIHEBIZ I LS L C& 72,

ZITARIEFER, bhubhsIhE CTlboTE
72 PKU BEEDOBNBEORIUZ DTN L7213

HWREBES A

[PKUBIOZ - BISRICATR L, 20/ E Lo
B2 ZH SN72PKU/HPADJ5 % 47T NI2, R3ITR
T &) HNEO[ 2015 FFAEDTERRDL (B3 27

H2IT o720 72, Phe KIRIUEER R EE D4,

x2 RRERHBTFHEFHPMRAIV-Z2TRICHTS

RAITRTH L8 (NIH, 2014) 128 Uz 7B,
PKU TZ4\ b s DIl Phe #2113 2mg/dL UL F Tdh
D2k L, PKU, HPA T E % R$ A (R4,
HARIZ BT 5 157 L0 PKU O1fit Phe fEFREE 1
DN, kI V7 LR ZR RS & PKUTGH
TESUCERB A3 19954E 1255 1 kg & L C 15mg/
dLELF, 20124F 12138520 & LC 10mg/dL LT
VZHERFS 2 &) 1B LT b,

RERER
(1) 7 ¥ — AR & 25 OFFR
Phe /KB LEESERS SEAE AT A, 41 A T30 & )%
RFzEE, 7 v — MAERIZ87% L EHETH 5 72,
ZWIREDI T Phe i, Wik iaHREE DRI %
ED B4 NDF 4 OBl % G L 7245 R 2 R 51K
Fo THHAYPKU & 22 L 72 28 A 14 N CTlEs iy
DI PheBEAMFHNTBE Y, RADHFFIZL72A S
T IfilH" Phe 6% 20mg/dL LAt J5
2 A PKU S8 L 72, 555 14

PKUZZ ) —Z > TR BT, ZWikEOPhefiiz 1551
(1977 ~2014 )

EERERRE 10240 GI—TA F1—7B ol b DD, FREE L B

MEPheREICL 558 (#)EPhefE 10mg/dL I L) (Phe fi& 10mg/dL ;i) B T & 7
B 384 6441 AR CHIE L0
BREPKU 314l 0 72, FroETHREAIPKU IS
cawen N i U5 NG, EERASHIT,
PTPS RIBIE" 0 301 1BNERZWTHRE 1L H1 Phe 4% 10mg/
A&t 385 (AR MEE 0f5) 1541 (thR51EE 4911

dL &<, 20154F K¢ 13 Phe R 1K

() * Phe kBt BEROIEBERDEERIED (S Phe MIE

x3 2015FHEDEEICETZ 77— MREE

= 52000mg/day LA ETH 5 DIz
A Phefiiix45mg/dL T > 772

¥, hyperphenylalaninemia gray

1. BREREMRORE
1. BEINLY, A1, MP-11 5 EDEREHKEITTWVWS
2. EAEKERIBRET> TWB AR IEFPLELTWS
3. LAREEWML TV

zone L HIE L7zo F/REURIATC
unknown & L 72 3B BT IE 1)
THhY, PKUBRDE - BIRIZTE

I. AEIEOENE
1. Phef% I L 7B g/B . e
2. A1 (BEIX Y I %) BEE g/ H LTHY, ZOREZHL TS
3. MP-11 (FXKEL%¥) ElE g/ H SR D BEHAS AN T
I A% DO E OO, BWHEOFHEMAAHTH
1. 500mg/ BHif% 2. 750mg/ BRI 3. 1,000mg/ B#I# 4@ Tunknown & E0HE L 770
4. 1,250me/ B#if 5. 1,500mg/ B4 6. 2,000me/ AL E ‘ -
V. TROBEEARROERE BEEEX, TARAZNST 1, BEAEL S EARE) (2) 20154E 12 BT B iGIEIRIL
1. #Y) 2. %L )
V. 2015~2016ED M Phe B (I % 7 3 1055) ALBI2 515 5 N7 BIEDE &
_ mg/dLEi

R6IIRT o

AR TRIEE S AR 201740 H4675
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(1) Phe fEHUHIFR AR O A M

£4 T rZIVT I KEBMEEEREEEDSSE (2014, NIHIZ L 3)

BUFE & C Phe FRHUH BRIGH % ke L

DS M Phe s :
umol/L (mg/dL)

N4
(TERBARE

TWAHENT AL B 38BN I T, 356123

HIFE £ TPhe (R PKUAE I V2 248 (HHREPKU)
. Moderate PKU
L, 3fITIEAEI VIR L Tw (FHFSE PKU)
oS - JE - B Mild PKU
RS, K7 AT K EIZ X o TPhel® (EEHPKU)

HURIBR % 47 > TV /2o PKU O B3
Tl&, PheZBrEL, 27 I /R
DT RCERE L7727 AL R
TR L 72PKUGHE I V2 2T %

zone
(EEAEEYHPA)

HPA-NT)

Classical penylketonuria (PKU)

1,200 (20) K1k

900~1,200 (15~20)

600~900 (10~ 15)

Mild Phe hydroxylase deficiency (HPA) gray

360~600 (6~10)

PAH deficiency not reiring treatment (mild

120~ 360 (2~6)

AEAENDPAHEE

ENHEARTH D, L, PKUEHE
INWTIZETNA [T AT GREDD

() * PAHREE %748 & &\ MEAO M Prefi : 120 umol/L @me/dL) LI

TERE 133 100g H 15g &7z, 4R x5 R4 BIDRE
. b < . A e
F - BMAPKUTIZIHDZ AL B g - —_— n/%ﬂ?ggﬂmﬁ
= X7 DI 1T DI A
TR T W7 72013 Z R OB Classical PKU 14 ZEEEO M Phe & 205~51.77
Bl ht, FIT 2AEGRED Classical PKU 14 BB 5 E#EL L
Moderate PKU 6 S UTRF D I 7 Phe (& 17.3~18.91
By SR ~ < aE
RNUEIIE LT, PhefrR7 S /Wil Mild PKU 3 BEEOMHPheE 11.75~134
W (AL FHIAZINV7), KPhex Mild HPA gray zone 1 BMisOMmE Phefs 5~6
7F F (MP-11, kL) MtEsh Unknown 3 soE L

THY, 2600TIIZENL ZHH L T
(2) Phe

[ BARANOBEFHEHGEE20104 112 LU, 19~29
AT CTIE1H70g, ZFTldb5g D7z Al < EHIEHL
PHERE STV DD, KRERG OFH72H1370~80g

DIZANELBRERLTEBY, & TN 5Phe
H133500~4000mg &£ FHEE SN b, FhUIx LTS
AFAAE L 7-PKUFF72H D1 HDPhe BRI EIZER6

%6 HKAPKU4H AD2015FICE T HZREESE

4-1) 2015 FICH 1T BABERR

3) REBEERT-oTVa L 3
4-2) PKUBREAD A X BREYOER
- PKUBEZLIERE (g/A) : 35
50gHif4 : 44

75~100g : 9

110~150g : 14

MP-11 (FfK) 1961, A1 (ZED) : 341
4-3) PhefBHE (mg/ H)

500mg : 451

500~ 750mg : 3

750mgHif% : 85

750~1,000mg : 11§

TR GEIELTWEW) 241

HIREA L - 2

1) PKUBRERI V7 2R L-RBREEEZ#EL T3 : 354
2) BEAISCEBRDAET> T3 1 341

160~ 200g : 3
200gLE : 36
BORHAEL 26
AL 7 LIS DMEPhe 7: Al C ERBMOMA : 220

1,000mg #iif% : 641
1,500mg fiif% : 54l
2,000mg % : 94l
2,500mg : 1l

154 MR 7 ) — =2 gt

FRUER TR S 201745 4675



R7 2015F0MF Phef&

10mg/dL LI : 1641
11 ~15mg/dL : 1241
15~20mg/dL : 75
ZHEALL 341

BUW EDHERH : 341

R T & 9 12500~1000mg, % < T b 2000mg & 2
OIS, WLV A CEIBRIR YR S, 1F
EAEDT; % H3Phe EREIZOWIE L HEL TW»
72

(3) 2015412 BT 5 Il Phe i

R7TIIRT L 912, 2015412815 1L Phe il 12
DWTIE, BARLRIEZEE W22z, 209 HD
SNETE] EDADNETH > 7278, 35 NIZFERE
DEMEZFLIH L Tz 209 HD16 ATIE, 2012
FEDOYTENZ BT B 157 LUtk O Ifil H Phe fl ffE F72k E
10mg/dL DI ER7z1TB Y, 12 ATl 1995 FED
UEIC BT A HHE 15mg/dL U T CTHh - 720

EZR

PKUBLDO% - BRI L, 20/& DR T Phe
WU £ 9% % Ak #58 L T\ 7247 A PKU/HPA O
T2 xRS, 2015FEIZ BT 5 BFOIRN Z M
LR EZWME L 77— MREZIKEL -
20154F1 HIZ BT R REOFEL, 21505 367%
WAL TBY, REROFITMAL T2 5 164EI1C
blzo TESEFEA L TnWb 212k b, 2L
T, A& E W20 T4 D5 IS D J5FETPhe
BINEZRD L) L% 8o THBY, PKUEH
IZBET AF 2 5L TWiz72niz% L O 4 DI
Bcd, S0k 4 OEFHREIST LA & 24
BHWEAT I RSN TV B,

Phe fEIUHIBR £ & 2 GHEA s S LT E04FE4R
AL 724 HIZE S T, PKUDOHIERFEILRZE
SNTHEET, 20144FEOKEEN G ARFZEHT (NIH)

AR TRIEE S AR 201740 H4675

DR TS BFREOUFEMSBSNTEY,
MR Phe FBIUHIR A %2 27 L T\ % PKUBIOZ -
BIRORB DT %« DY, BEOHER~ A7) —
Z U HERERICE o TRELBIRITRDEEZR B,

LU

ST 4 — M RA R ARIE L 72 PKU/HPA @
iz, [RRERSRFEESEOFER~Y A7) —
YT IDTNTCOFERIKT L CAEIZ X > T Th
NB LIS 1TTEDREIZE R SN T 4 Th
D, ZHHEATPKUBOS - BIRICHTE ST b
Ji% ThHhe DHETHERTAAZ ) —=v 78
PRt ST 3042 M 2 72 2007 4F, 24, () Bint
BT PiEFHARHEER T - 724 IR B A, K
AL, BEBBIESHTHU) 5 7zt b R R
FHFBEF G L T 5 PRKUSONFIED ) 4 12
THEFELE LTEL BTN BiE LoE EEET
EFAHEAE I ThHAH, TOEIE, PKUMD/NGE
PEREAVREET B D S [HG ] Ifem S, AR
S EFEBIR O G E o 72720, 2015FE% 4 > TEH
JRAIIRNY S 7z, ZNE TIZ5L ADH 4 3% H
ENTze 22T, COEDOBEZRERO A N—1T,
ZHEENTT & OBHEDIRI % 7] 5 <~ < 20154E1 A
W27 v — MR E BV LIKRETH L, TOFE
B 0BT LREGEEWZEE, S5, %<
DF S TERO W20 z0T, 20164E11H, 2
NS z/MiF& LTEREL 7

AT, (AH) BB PRI NEA 271) —
=Y IROEATD7 5 [ERERBEREIESEOH A4
B~ AAT ) == 7 JOftFEO—EE LT, 2ok
WA S/ TV 72072,

%P, EHELOPKUMIRICHET 281, g
TORFHRF P EF R R E A B S N T 5
DT, FHIIZNSZBIRL Cn7z72& 720,

(v

FAEWRA ) —= v TR 155



